Introduction {#sec1-1}
============

**What was known?**

Gorlin syndrome is a rare autosomal dominant syndrome characterized by multiple basal cell carcinoma often presents in second and third decade of life with palmoplantar pits, acral epidermoid cyst, and odontogenic keratocysts.

Gorlin syndrome is an autosomal-dominant inherited disorder with complete penetrance and variable expressivity. It is characterized by the occurrence of multiple basal cell carcinomas in early adulthood along with odontogenic cyst of jaw, palmoplantar pits, intracranial ectopic calcifications, osseous anomaly of ribs, spine, and skull with characteristic facies.\[[@ref1]\] The estimated prevalence varies from 1/57000 to 1/256 000.\[[@ref2]\] It arises in all ethnic groups, but most of reported cases are in whites. Males and females are equally affected.\[[@ref3]\]

Case Report {#sec1-2}
===========

A 70-year-old male presented with multiple black colored papules and plaques of various sizes present over the left infraorbital region and behind both retroauricular ear pinnae. This slowly progressed to form ulcerative lesions since last 1 year. On examination, the lesion over cheek was 4 × 3 cm in size with rolled on margins and hemorrhagic crust at the center \[[Figure 1](#F1){ref-type="fig"}\]. Similar lesion of 2 × 1 cm size with mild oozing was also present behind the ear pinnae \[[Figure 2](#F2){ref-type="fig"}\]. Apart from this, the patient also had multiple blackish hyperpigmented plaques of varying sizes ranging from 0.5 cm × 0.5 cm to 1 × 1 cm over forehead, scalp, abdomen, and axillae. Along with these he also had multiple palmoplantar pits \[Figures [3](#F3){ref-type="fig"} and [4](#F4){ref-type="fig"}\]. Skeletal examination revealed bony deformities such as kyphoscoliosis, short neck, pectus carinatum, and sprengel deformity \[Figures [5](#F5){ref-type="fig"} and [6](#F6){ref-type="fig"}\]. On investigating his X-ray skull revealed multiple osteolytic changes in the mandible secondary to odontogenic cyst, anterior wedge compression of D~12~, L~1~, L~2~ vertebral bodies with the presence of anterior osteophyte bodies in L~1~ and L~2~ vertebra \[[Figure 7](#F7){ref-type="fig"}\]. Electencephalogram study was within their normal limits. CT brain did not reveal any abnormality. Diagnosis of basal cell carcinoma (BCC) was confirmed by histopathology \[[Figure 8](#F8){ref-type="fig"}\]. On the basis of above-said clinical, histopathological, and radiological findings, diagnosis of Gorlin syndrome was made. Further ulcerative BCC lesions were treated with wide excision followed by full thickness graft sutured with 5-0 prolene.

![Left infraorbital ulcerative BCC with early papular BCC on forehead](IJD-58-481-g001){#F1}

![Retroauricular and supraorbital pigmented BCC](IJD-58-481-g002){#F2}

![Plantar pits in father and son](IJD-58-481-g003){#F3}

![Close up view of palmar pits](IJD-58-481-g004){#F4}

![Short neck, pectus carinatum and palmar pits in father and son](IJD-58-481-g005){#F5}

![Prominent sprengel deformity in father and son](IJD-58-481-g006){#F6}

![X-ray skull AP/LAT view: Multiple osteolytic changes in the bilateral mandible with no evidence of tooth within the lesions suggesting odontogenic cyst. Dorso-lumbar spine AP/LAT view shows anterior wedge compression of D12, L1, L2, vertebral bodies with osteophytes in L1 and L2](IJD-58-481-g007){#F7}

![Multiple tumor islands connected to epidermis made up of basaloid cells with palisading at periphery](IJD-58-481-g008){#F8}

His only unmarried 28 year-old son was also examined for features of Gorlin syndrome and was found to have multiple palmar pits and bony deformities, that is, kyphoscoliosis, short neck, sprengel deformity, and pectus carinatum since birth. But there was no evidence of any basal cell carcinoma at time of examination.

Discussion {#sec1-3}
==========

Gorlin and Goltz\[[@ref4]\] in 1960 described a case of multiple basal cell carcinoma, jaw cyst, and bifid rib as nevoid basal cell carcinoma syndrome (NBCCS) currently known as Gorlin syndrome. Other synonyms for Gorlin syndrome are fifth phacomatosis, jaw cysts-basal cell tumors-skeletal anomalies syndrome, and odontogenic keratocytosis-skeletal anomalies syndrome. This syndrome occurs due to mutation in tumor suppressor gene PTCH situated in the long arm of chromosome 9 (q22.3-q31). This mutated PTCH encodes a transmembrane glycoprotein that acts as an antagonist to members of the Hedgehog family. These intercellular signalling molecules are involved in the formation of multiple embryonic structures and control of cell proliferation. Knudson\'s suggested a two hit mechanism of tumour suppresser gene where first hit is a germline mutation in PTCH1 gene and is followed by a second hit which is somatic inactivating mutation or deletion. This first hit results in the characteristic developmental abnormalities associated with Gorlin syndrome, and BCC occurs as a result of loss of heterozygosity from the second hit.\[[@ref5]\] These patients are extremely sensitive to ionizing radiation, and following radiation therapy showers of BCC can develop in the radiation field following a period of short latency\[[@ref6]\] and this has to be kept in mind before subjecting them to such therapies. Evans *et al*.\[[@ref7]\] proposed a diagnostic criteria that was further modified by Kimoni *et al*.\[[@ref8]\] in 1997 \[[Table 1](#T1){ref-type="table"}\].

###### 

Patient should have two major or one major with two minor criteria to diagnose Gorlin syndrome
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Basal cell carcinomas are the most significant phenotypic expression of Gorlin syndrome that affects 80% of Caucasians and 38% of black patients. To diagnose NBCCS, tumor should be more than two in numbers but usually they are numerous. BCC usually appear between puberty and 35^th^ year of life\[[@ref9]\] in NBCCS much earlier than in patients without genetic predisposition for the same. Average age of onset of BCC is 23 years.\[[@ref8]\] However in the current case, father presented with BCCs in his late sixth decade of life instead of earlier presentation as commonly seen and also BCC were not numerous (seven in number) despite the presence of classical skeletal findings of Gorlin syndrome. On further examining, his 28-year-old son also showed similar skeletal features and palmar pits that were consistent with Gorlin syndrome but there was no evidence of occurrence of BCC in him. Such occurrence is observed in only 10% of patients.\[[@ref4]\] Thus, dermatologist should keep in mind that NBCCS can be diagnosed even in the absence of BCC if other features of Gorlin syndrome are present.

Palmar and plantar pits are present in about 65% of the patients. They are asymmetrical and ranges from 2 to 3 mm in diameter and 1 to 3 mm in depth. It usually develops by 10 years of age and percentage of pits increases to more than 85% by the age of 20 years.\[[@ref2]\] Pits occur as a result of partial or complete absence of dense keratin in sharply defined areas.

In the setting of multiple BCCs, Gorlin syndrome has to be differentiated from Bazex and Rombo syndromes. Hair shaft abnormalities along with atrophoderma are common in the former and trichoepithelioma in the later, which are not features of Gorlin syndrome.

Different treatment modalities for BCCs are excision, Mohs micrographic surgery, cryotherapy, photodynamic therapy, ablative laser therapy, and topical 5% imiquimod. Surgical excision is preferred for treating nodular or aggressive BCCs. Oral retinoids inhibit the development of new BCCs.\[[@ref10]\] Patients are encouraged to use a sunscreen to reduce sun-induced damage and actinic changes.\[[@ref6]\]

This case is reported to stress upon the need of regular follow-up for detection of BCC in patients having palmar pits and skeletal features of Gorlin syndrome. Follow up of other family members is also warranted for early detection of BCC and Gorlin syndrome.

**What is new?**

The occurrence of BCC in late sixth decade instead of early presentation as commonly observed. In this report, it was possible to diagnose NBCCS in his son despite the absence of BCC on the basis of the presence of classical skeletal findings and palmar pits.
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